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Cnyyaii 6one3un Humanua - Muka Tuna C

IIpedcmaeneno Kaunuueckoe Habarooenue nayuenmkuy 27 sem ¢ peOKum opanHsim HacredcmeenHbiM 3a60ne6anuem — bones3nvio Hu-
manna — Iuxa muna C (BHII-C), omuocawumcs K epynne auzocomuvix boaesreli hakonnenus. Ilpuseedena cospemennas unpopmayus
00 smuonoeul u namoeerese OAHHOU Hopmbl 2AUKOCHUHLOAUNUOO3A, YCMAHOBACHHbIX 2eHHbIX Mymayusx. OceeujeHbl KAUHUYECKUI NOAU-
mopusm BHII-C u dunamuka comamu4eckux, NCUXUYECKUX U HeBPON0UHEeCKUX HApYUleHUl 6 3a8UcUMOCmU om 803pacma debroma 3a-
bonesanus. Obcyncoaemces npobaema oughgpeperyanrvbHoll OuaeHOCMUKU, npedcmaegieHsl 6aiIbHbLi OUASHOCMUYECKUL UHOCKC 8eposim -
nocmu BHII-C u Hogeliuue memodst 1a60pamopHoil eepudurayuu OUaeHO3a, GKAHAS MOACKYAAPHO-2eHemuyeckuil anaau3s. I[Ipusedena
ungopmayus o cneyuguueckoi cyocmpam-pedyyupyroweil mepanuu bBHII-C npenapamom mueaycmam.

Karouegvie caosa: auzocomnuie boneznu naxonsenus; bonre3no Humanna — Iluxa muna C; cnaenomeeanusi; 6epmuKanbHulil napes 630pa,
UHOEKC 8ePOSSMHOCIU; MOACKYASAPHO-2eHeMUMeCKUL AHAAU3; MURAYCMAM.
Konmaxmot: Cepeeii Anamonvesuu Knrownukoe sergeklyush@gmail.com
Jlas ccotaku: Knrownuxos CA, Cmuprnos OP, 3axaposa EIO. Cayuaii 6oae3nu Humanna — [luxa muna C. Hesponoeus, neiiponcuxuam-
pus, ncuxocomamuia. 2013;(4):43—8.

A case of Niemann — Pick disease type C
S.A. Klyushnikov', O.R. Smirnov’, E.Yu. Zakharova’
'Neurology Research Center, Russian Academy of Medical Sciences, Moscow; *“Moscow Research Institute of Psychiatry, Ministry of Health
of Russia; *Medical Genetics Research Center, Russian Academy of Medical Sciences, Moscow

The paper describes a clinical case of a 27-year-old female patient with Niemann — Pick disease type C (NPC), a rare inherited orphan dis-
ease, belonging to a group of lipid storage diseases. It gives an update on the etiology and pathogenesis of this type of glycosphingolipidosis
and on established gene mutations. The clinical polymorphism of NPC and the trends in the development of somatic, mental, and neurologi-
cal disorders are highlighted in relation to the onset age of the disease. The problem of differential diagnosis is discussed. The diagnostic NPC
probability index in scores and the latest methods for laboratory diagnostic verification, including molecular genetic testing, are presented.
Information is given on specific substrate reduction therapy with miglustat for NPC.
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bonesnp Humanna — INuka tuna C (BHII-C) — penkoe
MYJIBTUCUCTEMHOE HACJeJICTBEHHOE ayTOCOMHO-PELIECCUBHOE
3a00JieBaHUE, OTHOCSIIIEECS] K I'PYIIIe JIM30COMHBIX 0OJIe3HEl
HakorieHust. BHIT-C — ogHa u3 ¢popm rimkochUHTOIUITNUI0-
30B, TIPYM KOTOPOU HapyIIaeTcsl BHYTPUKIIETOYHBIN TPAHCTIOPT
XOJIECTepUHA U APYTUX JIMMUAOB |1, 2], 9TO IPUBOAUT K HAKOII-
JICHUIO HE3CTEePU(PUIIMPOBAHHOTO XOJECTePUHA, TIMKOCHUHTO-
JIUMUA0B, CPUHTO3MHA U C(PUHTOMUETMHA TPEUMYIIECTBEHHO
B LIHC ¢ HapyuieHueM (yHKUIMOHUPOBAHUS U TMOEJIbIO KJle-
ToK. HakoruieHue MeTaboIMTOB IMPOUCXOIUT TaKKe B OpraHax
¥ TKaHSX PETUKYIOIHAOTETUATBHON CUCTEMBI (ITeYeHb, Celle-
3eHKa, JuMdaTuIecKue y3ibl), Jerkux. Ho3zomornueckas ca-
moctosTenbHocTh BHIT-C ycrtaHOBIeHa B KOHIIE ITPOILIOTO
BeKa, Korna ObUIM OTKPBITHI IEPBUYHBIC TeHETUYECKUE Ae(EKTh
npu JaHHOM 3abojieBaHuu. BoisiBiieHo, uyto ¢eHorun BHIT-C
BbI3bIBaeTcss MyTauusimu reHoB NPC1 (nokyc 18ql1-ql2) unu
NPC?2 (nokyc 14924) [3, 4]. Mytauuu rena NPC1, xkonupyto-
IIET0 CUHTE3 OJTHOTO M3 MEMOPAHHBIX CTEPOJI-9YBCTBUTEIBHBIX
TPaHCIIOPTHBIX O€JIKOB, OTBETCTBEHHEI 3a 95% citydaeB 3a00J1€e-
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BaHUs1, 0K0J10 5% ciyuaeB BHIT-C cBsizaHbl ¢ MyTallUsIMU Te-
Ha NPC2, Kogupylolero CUMHTE3 JU30COMaJIbHOTO Oejlka —
rnepeHocyuka xojectepuHa. K HacrosiiieMy BpeMeHU onuca-
Ho 6ojiee 300 MyTalMii B JaHHBIX FeHaX, MoaaBJsoNIee 00JIb-
IIUHCTBO U3 HUX OTHOCUTCS K reHy NPC1. OTKpbITUE T€HOB,
Boi3piBatominx BHII-C, chemano BO3MOXHBIM TIpOBEIeHUE
npsimoit JIHK-nguarHocTuku 1aHHOTO METab0IMYeCcKOTro 3a00-
JIeBaHUsl, MOCTYIHOW CMeUaTIu3UpPOBaHHBIM MOJIEKYISIPHO-
reHEeTUYECKUM JlabopaTopusiM. B HacTosIiee Bpemsi, Mo BeCh-
Ma OPUEHTUPOBOYHOI, BEPOSITHO 3aHUXKEHHOM, OlleHKe, 3200~
nesaemoctb BHIT-C B mupe coctaisier 1:120 tbic.—1:150 ThIC.
JKMBBIX HOBOPOKIEHHBIX [5, 6], yacToTa B MOMYJISILIUKA OLCHN -
Baercs B 1:1,25 mMutH.

Knununueckas nuarHoctrnka BHIT-C npencrasisier 3Ha-
YUTEIbHBIE CIOXKHOCTH, UYTO OOYCIOBJIEHO IIUPOKUM (DEHOTU-
MUYECKUM MOJIUMMOP(PU3MOM 3a00JeBaHUSI, KOTOPOE MOXET
Ne0I0TUPOBATD B JIIDOOM BO3PACTE U XapaKTePU3YeTCsl MYJIbTU-
CHCTEeMHOCTBIO KIMHWYECKUX TpOsiBIieHUi. B 3aBucumocTtu
OT BO3pacTa nebioTa BhIACHSAIOT ciaenyomue dopmbl BHIT-C:



HEOHATaJIbHYIO, Pa3BUBAIOILYIOCS 0 3 MEC XMU3HU PeOeHKa;
paHHIOI MiIafleHYecKyio (0T 3 Mec 1o 2 JIeT); MO3MHIO MJla-
neHuyeckyio (ot 2 mo 6 jeT); 1oHouieckyio (or 6 mo 15 ner);
B3pocaymw (rocae 15 aet) [5, 7, 8]. Ilepssie 3 popmbr BHIT-C
SIBJISTIOTCST panHumu 1 BeTpevaroTcst B 20—25% ciyvaeB. Heo-
HamanvHasa opma UMeeT HarboJiee TSIXeloe TeYeHue, Conpo-
BOXXJIafolIeecs: BHYTPUYTPOOHOW BOMSIHKOUW TIIOMA, XOJiecTa-
TUYECKOM KEITYX0H, TPOTPECCUPYIONINM TeTIaTOJINeHATbHBIM
CUHAPOMOM, OBICTPBIM TMPOTPECCUPOBAHUEM TMEUYEHOYHOU U
JbIXaTeJIbHOI HeOCTATOYHOCTU, HEPEJKO C JIETATbHBIM UCXO-
noM B 1-i rox xxu3Hu. HeBposornueckue mposiBI€HUSI B OC-
HOBHOM TIPECTaBJICHBI MBIIIIEYHO TUTIOTOHUEH 1 3a7e pKKO
ncuxomMoTopHoro pa3utus. OctanpHbie ¢dopmbl BHII-C xa-
pPaKTepU3yIOTCSl COYETAaHMEM Pa3TUIHBIX HEBPOJOTMUYECKUX,
TMICUXWYECKNX U COMAaTUUECKUX HapylieHuit. MHorna nepBbiM
nposiBienueM BHII-C y nereit siBasercss u3onupoBaHHasK
YMEpPEHHO BbIpaxkeHHas («IeJMKaTHas») CIJIEHOMEeraausi, Bbl-
sapisgeMas ciaydaiitHo nipu Y3U. HeBposoruueckue nposisie-
Hust BHII-C mnpencraBiieHbl TJ1a30JBUTaTEeIbHBIMU Hapyllle-
HUSIMU B BUZIE XapaKTepPHOTO HaAbsINEPHOTrO odTambpMoriapesa
C HapylIeHNeM CIIOHTAHHOTO BEPTUKATbHOTO B30pa, CTATUKO-
JIOKOMOTOPHOM M TMHAMUYECKOI aTakcueil, OyabO0apHbIMU U
MCceBAo0YIbOAPHBIMU PACCTPOMCTBAMU, OU3apTpUEii, Mmupa-
MUIHOW CUMIITOMATUKON (OT OXMBJICHMUS TIYOOKMX M TIO-
BEPXHOCTHBIX pedIIeKCOB 10 Pa3BUTHUSI CITACTUYECKUX Tape-
30B), pa3HOOOPa3HBIMU SKCTPANTUPAMUIHBIMU PacCTPOUCTBA-
MU (TpeMOp, MapKUHCOHU3M, TUCTOHUYECKNE TUTIEPKIUHE3HI,
XOpeoaTeTo3, MUOKJIOHUHN), NepudepruuecKoil moJnHeBpoIia-
Tueil. B psne ciyyaeB HaOMIOOAIOTCS SMUIEHITUUYECKUE MPU-
MmajgKky, HelipoceHcopHas Tyroyxoctb. CBoeoOpa3HbIM Tapo-
KCU3MaJIbHBIM TIPOSIBJICHUEM 3a00JIeBaHUsI, BCTPEYAIOITUMCS
TPENMYIIECTBEHHO B PAaHHEM U MOJIOJIOM BO3pacTe, SIBIISIEeTCS
rejlacTUyeckasi KaTarieKCusi — MPUCTYooOpa3Hasi MbIIIeyu-
Hasl TUTIOTOHUSI O€3 yTpaThl CO3HAHMUSI, Yallle BCETO MPOBOLU-
pyemMasi MO3UTUBHBIMU SMOLIMOHAJIbHBIMU pPEAKUUSIMU (Ha-
MpuMep, CMeXoM). BrIpaXkeHHOCTb JaHHOTO CUMIITOMA MOXKET
BapbUPOBATH OT JIETKUX KUBKOB TOJIOBBI 110 TTOJTHOTO TIaAeHUSI.
3amepkka TICUXOMOTOPHOTO W PEYeBOTO Pa3BUTHS Y NeTel —
HEepeaKO MEPBbIA MCUXOHEBPOJOTUYECKUI MPU3HAK 3abosie-
BaHus. HeycumumBocTb, CHUXKEHME IIKOJbHON ycreBaemo-
CTHU, OCOOEHHO IO MaTeMaTHKe, MOCTEeNeHHasl yTpara paHee
MPUOOPETEHHBIX HABBIKOB U 3HAHWIA XapaKTepHBI IJIs nebioTa
tonoweckoti BHIT-C — Haunbonee vactoil («KjlacCUYeCKOM»)
dopmbl 3a001eBanus, BcTpevalomeiics y 60% GonbHbIx. [lcu-
xuyeckue HapymeHus nmpu BHIT-C Bkiovatot addeKTuBHBIC
paccTpoiicTBa (TpeBora, Aernpeccusi, MaHMaKalbHbIe MPOsIBIE-
HUSI), OCTPbIE MICUXO03bI C Pa3BUTUEM TaJUTIOLMHALMKI 1 Opena,
HapylIeHUsl TTOBEIeHWST U MOTUBAIUi (THEBIWBOCTh, arpec-
CUBHOCTbD, anatusi), 00CECCUBHO-KOMITYJIbCUBHBIE PACCTPON-
ctBa. Bo Bcex ciryyasix KOTHUTUBHBIE W IMYHOCTHBIE HapyIlle-
HUSI HEYKJIOHHO IPOTPECCUPYIOT, HapacTaeT BbIPAXKEHHOCTh
neMeHUuU. braromapsi coBeplIeHCTBOBAaHUIO IMATHOCTUKU B
MOCJIeAHNE TOABI BCE 4Yallle BBISBISIOTCSI 83pocabie (opmol
BHII-C (10—15% cnyyaeB) ¢ neboToM 3aboieBaHus mmocie 15
net (Ha 3—7-m necsatwietnu xuszHu) [9]. [lepBsiMu cummnTo-
MaMu 3a00JIeBaHUS Y B3POCHBIX OOBIYHO SIBISIIOTCS] pa3HOO00-
pas3Hble ncuxuvyeckue HapyiieHus. [lo3aHsas manudecranus
BHII-C otanyaercsi CpaBHUTENILHO MEIJICHHBIM MPOTPEeCcCU-
poOBaHUWEM, B JaJbHEHIIEM MTPUCOEANHSIETCST ONMMCaHHAsT BbI-
1Ie HeBPOJIOTUYeCKasi CUMIITOMATHKA, CTUICHOMETaJNsI BCTpe-
JaeTcsl pexe, YeM B IPYTUX BO3PACTHBIX TPYIIIAX.
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B tepmunanshoit cranuu BHIT-C Ha done rpyboit ne-
MEHIIVY Pa3BUBAIOTCS TTOTHBIN pacTia TUIHOCTH, BBIPAKEHHbBIE
CTBOJIOBBIE OyJIbOapHBIC PACCTPOIMCTBA, AeliepeOpallMoOHHAas pU-
TMIHOCTb, MPUCOEIUHSIOTCS couyeTaHHble 3aboneBaHus. Kak
MpaBWJIo, YeM paHblile 1e010T 3a001eBaHusl, TeM 0ojiee CKOpPO-
TE€YHO M (aTaTbHO OHO MPOTEKAET.

[MpuBomuM omrcaHue COOCTBEHHOTO KIMHUYECKOTO Ha-
omonennst BHIT-C.

boavnaa JI., 27 nem, podusace om 2-ii 6epemenHocmu, npo-
doaxcumenvHocmoto 43 ned. Paunee paszeumue npomekano 6e3
803pAcMHbIX OMKAOHEHUTl — cudems Hauaia é 7 mec, Xo0ums — 6
1 200 1 mec, 2o6opumv — ¢ 1,5 eoda, vumamo — 6 5 nem, Haba0-
danace My3vlKanbHas U AUHSGUCIUYECKAs 00APeHHOCMb, NUCANA
cmuxu. C 6-n1emHeeo 8o3pacma 603HUKAA U NOCMENeHHO Hapac-
mana Heao08KOCMb MeAKUX NPOU3BOAbHBIX 08UIICEHUI NANbUEE DYK,
noseuaucy anuzoduyeckue CHOMbIKAHUA, UHO2da nadaira npu
X00vbe, Obina menee nodsudicHa, yem ceepcmuuku. Co 2-e0 kaac-
€a WKOAbl HAYAAUCH CYUJECMBEHHbIE NPOOAEMbL C MAMEMAMUKOL,
cmana naoxo yceausams WKOAbHbIL Mamepuan, 8 nepeyio ouepeds
abcmpakmmuoble NOHAMUSL, UCHbIMbIGAAA CYU,ecmEeHHble MPYOHO-
cmu 6 0000weHuu. B 9 1em 603HUKAU He3HAUUMENbHOE NONEPXU-
8aHue npu 2N0OManuy meepooll u JHCUOKOU NUWU, HapyuleHue ep-
mukanbHoeo 83opa, uzmenuacs novepk. Oxonuusa 10 kaaccoe
wronvl skcmepHom. Ilocae 17 aem noasunacs Heuemrkocms peyu.
B danvuetiwem npodoaxcanocs meosennoe HeyKAOHHOE NPOPeccU-
DOBaHUE KOCHUMUBHbIX U HeB8POA0UYeCKUX HapyuleHuil, cmana
nepuoduyecku poHsmsv npeomemsi, Omme4aiocb UHGaAHMUAbHOe
nosedenue. C 2008 e. naxodumcs nood Habardenuem NCUXuampos,
aeasemes uneaaudom I epynnol no ncuxuveckomy 3ab601e8aHuI0
(k00 F06.827 no MKb-10). C 2009 2. ommeuaromes anamus ¢ no-
mepeii NPUGLIYHBIX UHMEPeCcO8 U MOMUBAYULL, HAPACMAHUE 2NA30-
deueamenvhblX U KOOPOUHAMOPHBIX HAPYUIEHUU, Mmpemop pYK U
HO2 NpuU HanPAJNCeHUU, Namoao2u4ecKas no3a 1egoli pyKu (co ceu-
b6anuem npednneuvs), 0eueamenbHoe 0eCHOKOICME0, dNU300bL
pazdpasxcumenvHocmu u Heeamususma. B meuenue nocaedneco
200a Habawdaemces ¢ Hayunom yenmpe neeponocuu PAMH.

Ilpu oowem ocmompe comamuueckuii cmamyc oe3 cyujecm-
6eHHbIX ocobennocmeii. Co3Hanue sichoe, 8 mecme, cOOCMEEHHOU
AUYHOCMU OPUEHMUPOBAHA, He MOJcem HA36amb MeKyujee Yucao
u epemsa. Ina3nvie wieau u 3pauku pagroil WUpuHsl, homopeaxyuu
Jcugvle, oepanuterue 08UIICeHUIl 2Aa3HbIX A0N0K 88epX Npu ciae-
JICeHUU 3a MOAOMOUKOM, NPU CNOHMAHHOM 632450e OMMeUaemcs
6epmuKanbHblil napez @3opa, 6oavuie ggepx. Hucmaema nem.
Cenadicena npasas nocoeyonas ckaadka. [lpucymcmeyrom sne-
MeHmMbl Nceed00yabbapHo20 cuHOpoma — neekas ouzapmpus, ne-
puoduyeckoe nonepxuganue npu npueme meepooil u HcUOKoi nu-
wu, Haea3uueas yavloka, 08ycmoponHuil pegrexc Mapunecky —
Padosuuu. Jlesuayus szvika énpaso. He ydepycusaem evieeden-
HbLi U3 nosocmu pma s3vik 6oaee 3 c. Ilapezoé nem. Moiueunbiii
MOHYC PaBHOMEPHbLI, 00bIYHBLI, HECKONbKO NOBbIUEH 8 PYKAX NO
naacmu4ecKoMy Mmuny npu KOHMPAAamepanbHoi aKmueayuu.
Inybokue peghaexcor pasnomephbie, cpedneil wcusocmu. Bvizviea-
jomesa Kucmegvle U CmonHsle namoao2u4eckue 3HaKku ¢ 08yx cmo-
pon (pegpaexcot Poccorumo, Toghpgpmanna, babunckoeo). Ilpu oc-
mompe Habaooalomes hepuoduueckue MsaeKue XopeoamemouoHsie
2unepKuHe3bl 8 Nanbyax pyk, Hoe, obujee deueamenvhoe 6ecno-
Kolicmeo, HenocmosHHAas OUCMOHUS Ne80l PYKU cO ceubanuem
npeonaeuvs u kucmu. B noze Pombepea ycmoiiuuea. Hepesko 6bi-
DadICeHHbLI NOCMYPanbHblli mpemop nasvyes pyk. Ilarvyenocogyro
npoby 6vinoAHACH C HEOONLUIUM UHMEHYUOHHBIM MPEMOPOM, NA-
MOUHO-KOACHHYI0 — C HeKOmopoli ducmempueil ¢ 08YX CHOPOH.
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Jlucouadoxoxunes ¢ 08yx cmopoH. Jleujcenus nanrvuamu pyxK
(nanvyesoli mannuue) 3aMe0NeHbl, HePUMMUYHBL, UX AMUAUMYOa
CHUMICEHA. YMepeHHas anpakcus 6 pyKax, 31eMeHmbl npoCmpaH-
cmeenHoil anpakcuu. Iloxooka neysepennas, ¢ snemeHmamu 6pa-
duxunezuu. Yyecmeumenvhoix Hapyuwenui nem. Qynkyuu maso-
8bIX OP2AH08 He HAPYUIEeHb.

Ocmomp opmanvmonoea — namonoeuu eAa3Ho020 OHA He Bbl-
SA6NCHO.

IIpogedeno weliponcuxonoeuveckoe 006ciedoganue ¢ uc-
NOAb306AHUEM PA3NUYHBIX WKaA u mecmos. Kpamkas wkana
oueHKu ncuxuueckux @yunkuyuii — 17 6arr0e; Moupeanrvckas
WKANa OUeHKU KoeHUmuenvix @yukuyuil — 11 6ainos; 6ecrocmo
peuu (Verbal Fluency — pacnosnasanue Oyke u Kameeopuil):
5 cros/mun, kamezopus neueomuwix — 10/muH; conocmagienue
usobpaxcenuti u yugp (Symbol Digit Modalities Test) — 18 npa-
eunvhbix omeemos 3a 90 c; mecm npoxaadviganus nymu (Trail
Making Test) — 2 mun 30 ¢ ¢ 2 owmubkamu (25 coedunenuii yugp),
4 mun ¢ 2 owubkamu (7 coedunenuii uz 25 6yke u yugp); mecm
PUCOBAHUS 4aco8 — 5 6aN108; KONUPOBAHUE U300PANCEHUL OMHO -
CUMENbHO HOpMANbHOe. B yenom no dannvim Heliponcuxonoeuue-
CK020 00C1e006aHUS Y NAUUCHMKU BbIAGACHbl YMEPEHHble HAaDY-
uleHusi namsamu, 8bipajiceHHole N00Hble HapYUleHUs U paccmpoti-
cmea npoCMpancmeeHH020 AHAAU3A U CUHMe3d.

[Ipoxoncyavmuposana ncuxuampom. B 6Oecede naccueéna,
HeKomopble 80NPoCsl NOHUMaem He cpazy. Buumanue neycmoiiuu-
6oe, Obicmpo ucmoujaemoe. Moiuinenue Hepaszeumoe, 3aMe0AeH-
Hoe, cyxcdenus nosepxnocmusl. CnocoOHOCMb K 00YYeHUr Ha
Huskom ypoene. Heycuduuea, 6vicmpo ycmaem. Muoeue nogce-
OHesHble HABbIKU 0C60UNA UL YacmuyHo. Hanpumep, ucnvimol-
6aem mpyoHOCMU NPU 3AKPbI6AHUU U OMPbIBAHUU 08EPHO20 3AM-
Ka. Yauje 6ceeo eii ydaemcs coenamo 3mo AUULb CAYHALHO, MHO20-
KPamHo 8pauyasi KAw4 6 my uau uHyo cmopory. Iamsme Ha me-
Kyuue cobbimus chusicena. He moxcem 3anomuums ceoil adpec, xo-
ms NOMHUM MOm, N0 KOMOPOMY dcuaa 7 aem Hasad. Peus 3ameo-
JNeHHas, cA08a nodoupaem ¢ mpyooMm, CA08aPHbLI 3anac 00e0HeH.
B yuebe u noscednesnuvix deaax necamocmosmenvua. llnanuposa-
Hue U credosanue Hame4eHHOMY NAAHY eil He N0 CUAaM, MHO20e U3
Hauamoezo ocmasasem HezasepuieHHbiM. Hyscdaemes 6 nocmosim-
HOM DOOUMenbcKom KoHmpoae u nooyxucdenuu. Pearucmuunbix
naanos na 0yoywee ne cmpoum. Ilpu paccnpocax o6 smom uau
yxooum om omeema, uau MoAbKO CAyulaem, He y4acmeys  o0cy-
acoenuu. Hnoeda mpyono nonams, ecmov au y Hee coOCmeeHHOe
MHeHUe Ual, 803MONCHO, OHA 0e3Da3nuYHa K momy, o 4em udem
peuv. XKeaanus Hespeavie u wacmo 6e30cHogamenvtuie. Bpemera-
MU pazopaxcumenvra, Ho npu 3mom 0vicmpo omxooyusa. Purcu-
DOBAHA HA 83AUMOOMHOUWEHUSX C MAMEPbIO U OPAMOM U 4aAcmo
sbipadicaem He2amugHoe OMHOUleHUe K HUM, NpUYeM 3amMe4anuil
mamepu 0 HEYMeCMHOCMU U Head0eK8aAMHOCMU OUEeHOK He NPUHU-
maem. Modxcem ycmanaeauséamos OMHOUEHUS CO CBEPCMHUKAMU,
HO HepeOdKo 00U04UB0CIb U HECOCPICAHHOCTNb 8MeCHie C HeCnoco0-
HOCMbIO 000YyMbIBAMb NOCACOCMBUSL COUX NOCIMYNKO8 NPUBOOSIM
K yxyoweHuro omuowerui. Tpeeoea Heghukcuposanuas, nepuoou-
YecKU YCUAUBAEMCS NPU COYUANBHBIX KOMMYHUKAUUSX, 3AMEMHO
yxyduias noznasamenvhvie Gynkyuu. Ko mmoeomy us moeo, umo
panbie 0bl10 015 Hee 8aNCHbIM, UHMepec CHUNCEH U (opmaneH.
3akniouerue: KAUHUYECKU 3HAUMAS 3A0epAHCKA NCUXUUECKO020
Dpaseumus, COYEMarnuasics ¢ CUMRMOMAMU NPO2PECCUPYIOULe20
OP2AHUYECK020 CHUNICEHUS. KOCHUMUBHbIX (YHKUUL 00 cmeneHu
VMepeHHOU OeMeHUuU, CONPOBONCOAOUe20cs mpeeoeoil, Heyc-
MOU4UB0CIbIO HACMPOEHUS, CHUMICEHUEM NOOYICOeHULl U UHUUUA -
mugHocmu.

4o

Jlannble 1a60pamopHbIX U UHCIMPYMEHMANbHBIX UCCAe008a-
Huil. Obugue aHaiu3vl Kposu, Movu, OUOXUMUHECKUU AHAAU3 KPO-
6u — 0e3 namonoeuu; anekmposnyeganroepagus (331) — reekue
Jughgpysmsie uzmenenus 6UOINEKMPUYECKOU AKMUBHOCIU 20106~
HO20 Mo032a, OucyHKUus cpeouHHO-CME0A08bIX CMPYKMYP.
B konue eunepsenmunsyuu u nocne Hee 6bis6aeHvl Hepe3Kue Ou-
AaMepanbHO-CUHXPOHHbIE NAPOKCUZMANbHbIE 3HAKU 8 MEeMEHHO-
3aMbLAOYHBIX 0MJenax.

Budeo-DII-monumopune — 60 cHe namoaoeu4uecKux
DIIl-nammeprnos u henomernos ne 3apeeucmpuposano. Ilapok-
CU3BMANbHAA AKMUBHOCMb HOCUAA PeOYUUPOBAHHbLII Xapakmep,
803MOJICHO, KAK ompajceHue (YHKUUOHANbHOU He3peaocmu
KOPKOGbIX CIPYKMYD MeMeHHO-3aMmblA04HbIX o0aacmell 20108~
HO020 Mo3ea.

Koenumuenvie eviz6annbvie nomenyuanvt P300 — napywenue
Juppepenyuposxu cmumyno8, HU3KULL 00seM ONEPaAmMuUEHoU NamMsImi.

Y3HU enympennux opeanos — ymepenHo 8vipajiceHHas cnae-
Homeeanus (cenezenxa 120x50 mm, naowjade okpyscHocmu 48 mm?
NpU MAKCUMAAbHOU 803PACMHOU HOpMeE 45 MM?);

Maernumno-pezonancuas momoepapus (MPT) eonosnoco
M032a — 04A208bIX U3MEHEHUIl Beu,ecmeda 20A08H020 M032d He
8bISI6AEHO, NPU3HAKU OUPPY3H020 OdeceHepamusHo20 npoyecca
(cMm. pucyHok).

Monexynapro-eenemuueckuii anaaus. Memodom npamoco
CeKB8EeHUPOBAHUS NPOGedeH uacmuunblil anaiu3s (18—22-ii 3K30HbL)
eena NPC1 (BHII-C). Buisgrena mymayus CM992942, npused-
was K 3amere c.3019C>G (p.P1007A — 3amena npoauna Ha ara-
HUH) 8 eomo3zueomHom cocmoanuu. [Ipoananuzuposansl makaice
JHK mamepu u 6pama npodanda. Y o6oux mymayus c.3019C>G
(p.P1007A) Haiidena 6 eemepo3ueomuHom COCMOSHUU, MAKUM 00-
DPA30M, OHU ABAAIOMCA 300POBLIMU HOCUMENAMU MYMAYUU 8 0aH-
HOM 2eHe.

Knunuueckuii duaenos: bHII-C (tonoweckas gpopma).

KommeHTapmui

AHaIM3 coyeTaHUsl XapaKTepHbIX COMAaTMYECKUX, TICHU-
XMYECKNX W HEBPOJIOTMYECKUX TPOSIBIEHU 3a00jieBaHUS B
COBOKYITHOCTHU € TIPUMEHEHMEM HOBEHIINX METOMIOB MHCTPY-
MEHTaJbHON U J1abOpaTOPHOI TMATHOCTUKM, BKJIIOUYAsT MOJIC-
KYJSIpHO-TEeHETUYECKOe HUCClIeq0BaHNEe, MO3BOJWIM AUArHO-
crupoBath BHII-C. KiuHuueckasi quarHocTuka B JaHHOM
clyyae BbI3Bajia 3HaUMTebHbIC TpYAHOCTU. [AuddepeHinanb-
Hasl TMaTHOCTHUKA MTPOBOIMIIACH C PSIIOM TCUXWYECKUX, HEel-
polereHepaTUBHBIX U HellpoMeTabonuecKuX 3a00JieBaHMIA,
BKJIIOYAsl SHIOTEHHBIE TICUXMYECKUE PACCTPOMCTBA, HACJEI-
CTBEHHbBIE M CIIOpaadyeckKue MPOrpecCUpyroline Mo3kKeuKo-
Bble JIereHepallu, MepBUYHbIE U BTOPUYHBIE MUTOXOHIPU-
aJbHBIE LIMUTOIATUM, dKCTpaMpaMUIHbIe 3a0oieBaHus (pa3-
HOOOpa3Hble MaPKUHCOHUYECKUE CUHAPOMBI, TUCTOHUS, XO-
pesl, TeTaTOJICHTUKY/ISIpHAs JereHepas 1 T. 1.), IPUOHHBIC
00JIe3HN, JIN30COMHBIC 00JIE3HN HAKOILJICHUS, OCOOCHHO JIM-
nuao3bl (0ose3Hb Tollle, raHrIMO3UA03bI, JEUKOAUCTPODUS,
6osie3nb Mapbepa v ap.) U TUITOGYCHUHO3BI. AHAIN3 KIMHK-
YeCKOW KapTUHBI M TWHAMUKW TATOJOIMYECKOro Ipolecca
TO3BOJIVJT BBIIEIUTL XapaKTepHble KIMHUKO-aHaMHeCTUYe-
CKMe OCOOEHHOCTHM 3aboJieBaHUs, CITOCOOCTBOBABIIME YCTa-
HOBJICHUMIO IMarHo3a: 1) pa3BUTHE B JETCKOM BO3pacTe C 3a-
NeP>KKU TMICUXUYECKOTO Pa3BUTHUsI B COUETAHUU C HEBPOJIOTH-
YEeCKMMM HapylIeHUSIMU — BEPTUKAJIbHBIM Iape3oM B30pa,
MO3KEYKOBOU aTakcueit, MnceBnoOysbOaApHbBIM CHUHIPOMOM,
SKCTpaNUpPaMUIHBIMU PACCTPOCTBAMU (OpaTUKUHE3US, TUC-
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MPT (a—e) 60abHoiL JI.

TOHUSI, XOPEoaTeTOUHbIE TUMEPKUHE3BI); 2) «IeJuKaTHas»
M30JIUPOBaHHAsI CIIeHOMeTaus; 3) HeyKJIOHHOE MPOTrpeccu-
poOBaHNE KOTHUTHUBHBIX HAPYIIEHWI BIUIOTH IO Pa3BUTHS Jie-
MEHIIUU B COYETAHUU C NPYTUMU TICUXUIECKUMU HapYyIIEHUSI-
mu (adpeKTUBHBIE paccTpoiicTBa, amatus); 4) MPU3HAKK
HelpoaereHepaTUBHOIO Mpoliecca 1o faHHbIM M PT rojioBHO-
ro MO3ra.

B nmomouib nmpakThyeckuM Bpauyam [Jisi OOJierdyeHust
kianHuuyeckoi nuarHoctuku bBHII-C ronnanackumMu uccie-
noBatensimu F.A. Wijburg u coat. [10] mpemyioxkeH 6amib-
HBIIl JUWAarHOCTMYECKUil uHIekc BeposTHoctu BHII-C
(cM. Tabauiy), mpeaHa3HAYEHHBIN JJIS1 OLICHKU creluduy-
HOCTH OTIEJbHBIX CUMIITOMOB U UX COYETAHUI U TTOMOTralo-
LW BBIACIUTD MALIMEHTOB ¢ 60Jiee BBICOKOU BEPOSITHOCTBIO
Hanuuusg BHII-C.

IMpu cymme 6amtoB >70 mumariHo3 BHII-C cumTaercs
BBICOKOBEPOSITHBIM, <40 — MaToBepOsATHBIM. B Hamem kiu-
HUYECKOM IMpUMEpe CUET MO ILIKaje MHAeKCa BepPOSITHOCTU
BHII-C cocraBun 216 6a10B, 4TO MO3BOJIMIIO OLIEHUTH PUCK
Hanuuusg BHIT-C kak upe3BbluaiiHO BBICOKMIA U 1IeJeHanpa-
BJIEHHO MPOBECTU MOJIEKYJISIPHO-TeHEeTUYeCKUid aHanu3. Ta-
kuM obpaszom, nuHaekc BepositHoctTu BHIT-C mo3Bonsier cy-
IECTBEHHO MOBBICUTH TOYHOCTh JUATHOCTUKHU 3TOTO opdaH-
HOTrO 3200JIeBaHUs.

«30510TbIM cTaHgapToM» auarHoctuku BHII-C siasiercst
YaCTUYHBIN WU TIOJHBIA MOJIEKYJISIPHO-TEHETUYECKUIA aHATU3
reHoB NPCI u NPC2, 4to B NoAaBJIsIOLIEeM OOJIbIIMHCTBE CITy-
YaeB MMO3BOJISIET MTOCTaBUTh MUArHo3. Jpyroit BaxHbIN 1Tabopa-
TopHbIN MeTon nuarHocTuku BHIT-C — «buIunuHOBBIN TECT»,
JAIONIMI BO3MOXHOCTb BU3YaIM3MPOBATh XapakTepHoe (ioo-
PECLIEHTHOE CBeUeHUEe NePUHYKJIeapHbIX CKOTUIEHUIT HeacTepu-
(GULIMPOBAHHOIO XOJieCTepUHA TPU OKpPAIIMBAHUU KYJIBTYPhI

¢puodpobdnactoB ¢pununuHoMm. B Poccuu npuopurer B 1abopa-
TOPHOM JIMAarHOCTUKE OTHACTCS MOJIEKYJISIPHO-TeHETHISCKOMY
uccieioBaHuo. B kayecTBe MeToia CKpMHMHIA Bce Oosibliiee
pacIpocTpaHeHUe TToIydaeT TaHIeMHasl MacC-CIIEKTPOMETPHSI,
MTO3BOJISIIONIAS TIPOBECTH aHAIU3 COTEH METaOOJIMTOB B MUKPO-
KOJINYECTBaX OMOJOTMYECKOro MaTepHasia, UCKIYask OTHOMO-
MEHTHO JECSITKM HAacJeICTBEHHbIX MeTaboJIMuecKrx 3aboseBa-
nuit. [Tpu BHIT-C MapkepHoe 3HaueHHEe UMEET YPOBEHb OKCH-
U KeTOCTepoJioB B KpoBu [11].

CoBpeMeHHbIE OMOTEXHOJIOTMYECKUE AOCTVKEHUS I103-
Bosuu niepeBecti BHII-C, kak 1 HeKOTOpBIe Ipyrue HEHpo-
MeTabosnueckue 3a00eBaHus, B pa3psia YaCTUYHO Kypabeiib-
HBIX HacJaeACTBeHHbIX Oosie3Hei. LlBeiiapckoii (hapmaneBTH-
yeckoit kKomranueit «Actelion Pharmaceuticals Ltd.» pa3zpa6o-
TaH mperapar MuriaycrtaT (3aBecka®), MpeacTaBisiiolnil coooi
N-aJIKuITMpOBaHHBI IMUHOCAXap, KOHKYPEHTHO MHTUOUPYIO-
U (epMEHT TIUKO3WILEPAaMUICUHTA3Y, KaTaIUu3UPYIOIIUii
MepBbIA 3Tanm CUHTE3a OOJBIIMHCTBA TIMKOCHUHTOJUITUIOB,
YTO MPUBOJUT K YMEHbBIIIEHUIO UX HAKOTJIEHUs B KJIETKax opra-
HoB-muuieHeir npu BHIT-C. Muriycrar npeaHaszHauyeH JUist
JUTUTEJTLHOTO (TIOXKM3HEHHOTO) TMpHeMa B KadecTBe CPeNCcTBa
crienduyeckoir cydcrpar-pemynupytonieit Teparmuu BHIT-C.
[Mpemnapar odunmansHo 3apeructpuposad B Poccuu B 2009 .
OH ynydlllaeT Wil CTabUIM3UPYET I1a30ABUTaTeIbHbIe (hyHK-
LIMU, KOTHUTUBHYIO cepy, IIoTaHue, HUBEIUPYET JIBUTaTEb-
HBbIe HapyIIeHUsI, YBEIUIMBACT IPOMOKUTETHBHOCTD KU3HU
nauveHToB. MMerorcs cBeneHust 00 3(h(heKTUBHOCTU Tipenapa-
Ta TIPpA TICUXOTUYECKMX PaCCTPOMCTBAX, COMPOBOXKIAIOIINX
BHII-C [12]. 3aBecka® BbImycKaeTrcst B Karcynax mo 100 mr,
€ro MPpMHUMAIOT BHYTPbh HE3aBMCUMO OT MpHeMa MUILIH, PEKO-
MeHayeMast 1o3a — 200 Mr 3 pasa B AeHb JIJIs B3pOCJIBIX U AeTei
crapuie 12 net. I[lepeHOCMMOCTb TpernapaTta OOBIYHO YHIOBJIE-
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Hnoexc eepoamunocmu bBHII-C

Puck
BHUCIEPATbHbIE

O4YeHb BbICOKMIA
40 6a/UTOB/TTyHKT

Bricokwii
20 6a10B/MyHKT

* 3arsKHas KeJTyxa
HOBOPOXXIEHHBIX

¢ M3o/upoBaHHas HEOObsSICHUMAs
cIieHoMeranust (B aHaMHe3e + B Ha-
CTOsILIIee BPeMsI) C rernaTtoMerajiueit
Wi 6e3 Hee

CpenHuii
10 6as/10B/MyHKT

Husknii
5 6aJIOB/TyHKT

¢ BoastHka 1iona
¢ Cubchl ¢ BOASIHKOH I104a

J1OMOJTHUTETBHO
1 Gas1/myHKT

[ ]

CyMMa 10 KaTeropusim ]
KomOuHatms Kateropuii BuciiepasibHble + ncuxuaTpuyeckie
[40 Gaston]

CeMelHbBI aHAMHE3 Puck 1-ii cTeneHu: poauTenn
uiau cubdenl ¢ BHIT-C

40 6am1oB

[IporHocTrueckmii Gat

Kareropus hakTopoB pucka
HEBPOJIOTHYECKHE NMCHXHATPUYECKHE
* BepTUKaJbHbII HalbsAEPHbIN
Mapajnd B3opa
e [eacTuueckast KatarieKCust |:|
* CHMXEHME KOTHUTUBHBIX (DyHK-
LM WY PAaHHASA 1eMEHLIUS |:|

* ATakcusi, HEyKITFOKECTh * CHUMIITOMBI [ICHX03a
WJIM YacThle MaaeHUs
e Jluzaptpust win aucharus

e JIlucToHust

] [ ]
[ ]
]

IIporpeccupyioiiast 1 IpuoOpeTeH-
Hasl MBIIIEYHAsI CIIACTUYHOCTh

* Pe3MCTEHTHOCTb MICUXMATPUYE-
CKMX CMMIITOMOB K Tepaniu [ |

o JIpyrue rncuxuaTpudeckme

CUMITTOMBI
e JleCTpyKTUBHOE WJIA arpecCUBHOE
[OBeIeHUE B IETCKOM

* [UnmoToHus

* 3ajiepxKKa MCUXOMOTOPHOTO
pa3BUTHS

e Cyznopor#u (rmapuuaibHble
VI TeHEePaTU30BaHHbIC)

* MUOKJIOHYC

U IMMOAPOCTKOBOM BO3pacTe

(] LI

[]

BI/IC].[CpaJII:HbIe + HEBpPOJIOrMYEeCKue HeBpOJ'IOFPI‘{CCKHe+HCHXHanH‘ICCIG/IC

] ]
Puck 2-ii cTeneHu: 1BOIOPOIHBIC
Oparbcsi/cecTpbl

0 6a0

I
[

TBOpPUTEJIbHAS, THITUYHBIMKA TTOOOYHBIMK 3(D(HEKTaMU SIBIISIIOT-
cs1 CHUKEHME Macchl Tesia (mpumepHo y 60% maineHToB) U u-
apest. CHKeHMe Macchl Tesia Ha 5—10% 00bIYHO MaKCUMAaIbHO
HapacTaeT B TeUeHHUe MePBOro rojia MpreMa mpernapara, B 1ajlb-
HelileM, Kak MpaBujio, Macca Tejla CTaOMIM3UPYeTCsl U BOCCTa-
HaBJIMBaeTCs 10 UCXOAHOM. Jluapes u apyrue aucrencuyeckue
paccTpoicTBa CBs3aHBI C MHTUOMPOBAHUEM MUTJYCTATOM JTH-
caxapuiasbl KeJyI0YHO-KUIIIEYHOTO TpPaKTa, YTO TOAIAETCS
KOPPEKIUU TUETON, UCKITIOYAIOIIEH YITOTpeOJIeHIE TTPOTYKTOB,
colepKalluX IU- U OJIMrocaxapuabl (B IIEPBYIO 0YepeIb JIaKTO-
3y), IPUEMOM MPOOMOTUKOB U (hepMEHTHBIX MpenapaTtoB. Ha-
3HayeHue muriycrara npu BHIT-C HeoOxoaumo npu HaIMIuu
HeBpoJIormueckux HapyieHuit. [Tarmentam 6e3 HeBpoJoTuIe-
CKUX PacCTPOICTB Teparvsi MUTJIyCTaTOM He Toka3aHa. B moc-
JIGAHWUE TOIBI OMYOJIMKOBAHBI JeTaTbHbIC 0030PhI, TTOCBSIIICH-
Hble KInHU4Yeckoit cumrnromaruke bHIT-C, koTopsie momora-
[OT IMAarHOCTUPOBATh 3a00JieBaHE B PAHHUX CTaIUsIX U CBOE-
BPEMEHHO HayaTh MPpodUIaKTUUYECKOE JIeYeHUE, pa3paboTaHbl
MOAPOOHBIE METOAMYECKUE PEKOMEHIAIIMY 110 TUarHOCTUKE U
neuyenunio BHII-C, Begenuto mauueHTos [7, 13—16].

bonbnag JI., npeacraBieHHas B KIMHAYECKOM HabJto/1e-
HUU, IPUHUMaET npemnapat 3aBecka® B TeueHUE 5 Mec B peKO-
MeHmyemoit no3e 600 mr/cyt. IlepeHOCMMOCTb Tepanuu B Lie-
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JIOM YIOBJIETBOPUTEIbHASI, AUCIIENICUYECKUX PACCTPOMCTB He
HabI0aaeTcsl, MalMeHTKa CO0I01aeT YMEPEHHYI0 HU3KOYTJIe-
BomHyto auety. K KoHIy 3-ro Mecsiia Tepanuy OTMEUYEHBI T10-
Tepsl Macchl Tesia Ha 7—8%, yBelrueHue BBIPaXEHHOCTU I10-
CTypajbHOTO TpeMopa pykK, nojaakuypus. biaarogaps cHuxe-
HUIO CYyTOYHOI 103bl MurIycTata 10 400 MI' M MOBBIILIEHUIO Ka-
JIOPUIHOCTU NTUTAaHUS Hayajla BOCCTaHABIMBATbCSI Macca Tea,
rnmalMeHTKa BHOBb IepeBelieHa Ha CYTOUHYIO 103y 3aBecKu®
600 Mr, Tpy 5TOM He HAOJII0AAIOCH YUallleHUs CTyJIa, HapacTa-
HUS TpeMopa pyK U Mojutakuypun. [1maHupyeTcs: nanabHeUImi
PEeryIsipHBIM KIMHUYECKUI M J1abOpaTOPHO-MHCTPYMEHTab-
HbII1 MOHUTOPUHT.

HecoMHeHHO, 3aJ0roM yCIelHOW AUarHOCTUKU U Jie-
yenust BHIT-C siBasieTcss MakcMMaJIbHO TTOJIHAsi UHPOPMUPO-
BaHHOCTb 00 3TOI HAcCJIeACTBEHHOI TMATOJOTUM Bpadei, Ima-
IIMEHTOB U 4iIeHOB ux cemeil. C 3TOil 1ieJIbl0 KOMITaHUEN
«Actelion» co3aaHbl JIOKaJIM30BaHHbIE PycCKOsi3biuHble MH-
tepHeT-pecypcehl (http://npc-info.ru u http://www.npc-si.ru),
Ha KOTOpPBIX MpeAcTaBieHbl nJaHHble 0 auarHoctuke BHII-C,
UHTepakTUBHbBIN MHAeKc BeposTHoctu BHII-C, a Ttakxke uc-
TOpUM OOJIE3HU U XM3HU peallbHBIX MAllMeHTOB, BUICOMATE-
puaibl U npyras uHGopMaius o 3a00JeBaHUMN, CYIIECTBYIO-
IIMUX U MePCIIEKTUBHBIX METOAX €0 JIEYSHMUSI.
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